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by iiUraveiitricular tuberous sclerosis. In those rare cases in which a
true intracranial neoplasm is present the usual signs of this, including
papilloedema, arc found. Very rarely neurofibromatosis has been found
associated with the lesions of tuberous sclerosis in the same patient.
(5)—The Eye
The retinal tumours, first described by van der Hoeve and named by
him "phakomas', are sometimes present but are by no means constant.
These are seen in the fundus as flat, white, round or oval areas about
half the si/,e of the optic disc, and usually at the posterior pole of the
retina, but may overlie the disc. They may be single or multiple.
(6)—Clinical Variants
In addition to the fully-developed form of the disorder incomplete Incomplete
forms occur, the relations of which to the fully-developed form can s>jndrom*s
sometimes be established by the occurrence of both complete and
abortive forms in members of the same family. Thus adenoma sebaceum
may occur in an individual who is otherwise apparently quite normal,
or may be associated with epilepsy but not with mental defect. Another Visceral or
variant is the presence of a visceral tumour, for example a tumour of
the kidney or a phakorna of the retina, in the absence of other clinical
manifestations of epiloia.
5.-COURSE AND PROGNOSIS
The course of the disorder has already been described (see p. 123). Most
patients finally reach a mental state comparable with that of an advanced
stage of schizophrenia. A few remain stationary at the mental level of a
low-grade mentally defective patient. Death occurs early, usually before
the age of twenty, although some patients survive into the third and
fourth decades. Death is usually due to intercurrent disease or status
epilcplicus, more rarely to intracranial tumour, visceral tumour, or
sudden heart failure.
6.-DIAGNOSIS
Fn the fully-developed form of the disorder the association of epilepsy,
mental defect, and adenoma sebaceuni is so distinctive that difficulty
in diagnosis is hardly likely to arise, although care must be taken not
to mistake the adenoma sebaceuni for a bromide rash. In those rare
cases in which adenoma sebaceum does not develop until adolescence
or later it may be impossible to distinguish the condition from other
causes of epilepsy associated with mental defect. The presence of
other cutaneous abnormalities, however, especially pigmentation, or of
a retinal phakoma, or of other cases of epiloia in the family may provide
a clue to the correct diagnosis.

